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m Paper IF Citations

172 wdentificationJofJaJgeneJRtMRW[SJcontainingJaJquuJrepeatJcoincidentJwithJaJbreakpointJclusterJ
regionJexhibitingJlengthJvariationJinJfragileJXJsyndromeXJCellVJ1991VJdcVJgZcW[b 56.2 2848

171 VariationJofJtheJquuJrepeatJatJtheJfragileJXJsiteJresultsJinJgeneticJinstabilityhJresolutionJofJtheJ
ShermanJparadoxXJCellVJ1991VJdeVJ[ZbeWcf 56.2 1786

170 qharacterizationJofJaJmurineJgeneJexpressedJfromJtheJinactiveJXJchromosomeXJNatureVJ1991VJac[VJa]cWg50.4 471

169 tounderJandJrecurrentJqrv[JmutationsJinJfamiliesJwithJhereditaryJdiffuseJgastricJcancerXJJAMAYnY
JournalYofYtheYAmericanYMedicalYAssociationVJ2007VJ]geVJ]adZWe] 27.4 324

168 uroupingJofJmultipleWlentiginesYzsOPoRrJandJüoonanJsyndromesJonJtheJPTPü[[JgeneXJAmericanY
JournalYofYHumanYGeneticsVJ2002VJe[VJafgWgb 11 321

167 oJpolymorphismJRy[][QSJofJtheJhumanJglycoproteinJPqW[JgeneJcodingJregionJisJstronglyJassociatedJ
withJinsulinJresistanceXJDiabetesVJ1999VJbfVJ[ff[Wb 0.9 208

166 UnravellingJtheJcomplexityJofJTJcellJabnormalitiesJinJcommonJvariableJimmunodeficiencyXJJournalY
ofYImmunologyVJ2007VJ[efVJaga]Wba 5.3 202

165 odditiveJeffectsJofJgeneticJvariationJinJdopamineJregulatingJgenesJonJworkingJmemoryJcorticalJ
activityJinJhumanJbrainXJJournalYofYNeuroscienceVJ2006VJ]dVJag[fW]] 6.6 198

164
TrPWbaJandJtUSJRüoWbindingJproteinsJbindJdistinctJsetsJofJcytoplasmicJmessengerJRüosJandJ
differentlyJregulateJtheirJpostWtranscriptionalJfateJinJmotoneuronWlikeJcellsXJJournalYofYBiologicalY
ChemistryVJ2012VJ]feVJ[cdacWbe

5.4 190

163 uermlineJmissenseJmutationsJaffectingJyRoSJwsoformJpJareJassociatedJwithJaJsevereJüoonanJ
syndromeJphenotypeXJAmericanYJournalYofYHumanYGeneticsVJ2006VJegVJ[]gWac 11 183

162 SurvivalJmotorJneuronJgeneJtranscriptJanalysisJinJmusclesJfromJspinalJmuscularJatrophyJpatientsXJ
BiochemicalYandYBiophysicalYResearchYCommunicationsVJ1995VJ][aVJab]Wf 3.4 169

161 oJvariationJinJaQJUTRJofJhPTP[pJincreasesJspecificJgeneJexpressionJandJassociatesJwithJinsulinJ
resistanceXJAmericanYJournalYofYHumanYGeneticsVJ2002VJeZVJfZdW[] 11 165

160 MutationsJinJyqüv[JandJoTPdV[p]JcauseJZimmermannWzabandJsyndromeXJNatureYGeneticsVJ2015VJ
beVJdd[We 36.3 128

159 vzoWrQo[JandJvzoWrQp[JinJqeliacJdiseaseJpredispositionhJpracticalJimplicationsJofJtheJvzoJ
molecularJtypingXJJournalYofYBiomedicalYScienceVJ2012VJ[gVJff 13.3 120

158 üt[JgeneJmutationsJrepresentJtheJmajorJmolecularJeventJunderlyingJneurofibromatosisWüoonanJ
syndromeXJAmericanYJournalYofYHumanYGeneticsVJ2005VJeeVJ[Zg]W[Z[ 11 115

157 MutationsJofJZtPM]YtOu]JgeneJinJsporadicJcasesJofJtetralogyJofJtallotXJHumanYMutationVJ2003VJ]]VJae]We4.7 113

156 ossignmentJofJaJlocusJforJautosomalJdominantJidiopathicJscoliosisJRwSSJtoJhumanJchromosomeJ
[ep[[XJHumanYGeneticsVJ2002VJ[[[VJbZ[Wb 6.3 111
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155 sffectJofJnerveJgrowthJfactorJinJadrenalJautograftsJinJparkinsonismXJAnnalsYofYNeurologyVJ1990VJ]eVJab[W]9.4 108

154 SMTaoVJaJhumanJhomologueJofJtheJSXJcerevisiaeJSMTaJgeneVJmapsJtoJchromosomeJ][qterJandJ
definesJaJnovelJgeneJfamilyXJGenomicsVJ1997VJbZVJad]Wd 4.3 105

153 zossWofWtunctionJMutationsJinJoPPz[JinJtamilialJriabetesJMellitusXJAmericanYJournalYofYHumanY
GeneticsVJ2015VJgeVJ[eeWfc 11 91

152 prainJderivedJneurotrophicJfactorJRprütSJexpressionJisJregulatedJbyJmicroRüosJmiRW]daJandJ
miRW]dbJalleleWspecificJbindingXJPLoSYONEVJ2011VJdVJe]fdcd 3.7 86

151 oJhomozygousJuxo[JgeneJmutationJcausesJaJvallermannWStreiffYOrrrJspectrumJphenotypeXJ
HumanYMutationVJ2004VJ]aVJ]fd 4.7 77

150 Utr[zVJaJdevelopmentallyJexpressedJubiquitinationJgeneVJisJdeletedJinJqoTqvJ]]JsyndromeXJ
HumanYMolecularYGeneticsVJ1997VJdVJ]cgWdc 5.6 75

149 RoleJofJperoxisomeJproliferatorWactivatedJreceptorJgammaJinJamyloidJprecursorJproteinJprocessingJ
andJamyloidJbetaWmediatedJcellJdeathXJBiochemicalYJournalVJ2005VJag[VJdgaWf 3.8 75

148 onJoTuJrepeatJinJtheJaQWuntranslatedJregionJofJtheJhumanJresistinJgeneJisJassociatedJwithJaJ
decreasedJriskJofJinsulinJresistanceXJJournalYofYClinicalYEndocrinologyYandYMetabolismVJ2002VJfeVJbbZaWd 5.6 73

147 SynergisticJpostWtranscriptionalJregulationJofJtheJqysticJtibrosisJTransmembraneJconductanceJ
RegulatorJRqtTRSJbyJmiRW[Z[JandJmiRWbgbJspecificJbindingXJPLoSYONEVJ2011VJdVJe]ddZ[ 3.7 70

146 MutationsJofJtheJüogoWddJreceptorJRRTübRSJgeneJinJschizophreniaXJHumanYMutationVJ2004VJ]bVJcabWc 4.7 69

145 PentanucleotideJrepeatJlengthJpolymorphismJatJtheJhumanJqrbJlocusXJNucleicYAcidsYResearchVJ1991
VJ[gVJbeg[ 20.1 68

144 vighJprevalenceJofJepilepsyJinJaJvillageJinJtheJzittoralJProvinceJofJqameroonXJEpilepsyYResearchVJ
2008VJf]VJ]ZZW[Z 3 58

143 spilepsyJwithJauditoryJfeatureshJaJzuw[JgeneJmutationJsuggestsJaJlossWofWfunctionJmechanismXJ
AnnalsYofYNeurologyVJ2003VJcaVJagdWg 9.4 51

142 TheJQ[][JPqW[JvariantJandJobesityJhaveJadditiveJandJindependentJeffectsJinJcausingJinsulinJ
resistanceXJJournalYofYClinicalYEndocrinologyYandYMetabolismVJ2001VJfdVJcfffWg[ 5.6 50

141 crüoJcharacterizationJandJchromosomalJmappingJofJtwoJhumanJhomologuesJofJtheJrrosophilaJ
dishevelledJpolarityJgeneXJHumanYMolecularYGeneticsVJ1996VJcVJgcaWf 5.6 50

140 slevatedJlevelsJofJmiRW[bcJcorrelateJwithJSMoraJdownWregulationJinJcysticJfibrosisJpatientsXJ
JournalYofYCysticYFibrosisVJ2013VJ[]VJegeWfZ] 4.1 47

139 riueorgeJsubtypesJofJnonsyndromicJconotruncalJdefectshJevidenceJagainstJaJmajorJroleJofJTpX[J
geneXJEuropeanYJournalYofYHumanYGeneticsVJ2003VJ[[VJabgWc[ 5.3 45

138 PointJmutationsJandJpolymorphismsJinJtheJhumanJdystrophinJgeneJidentifiedJinJgenomicJrüoJ
sequencesJamplifiedJbyJmultiplexJPqRXJHumanYGeneticsVJ1992VJfgVJ]caWf 6.3 45
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137 oJnovelJPTPü[[JgeneJmutationJbridgesJüoonanJsyndromeVJmultipleJlentiginesYzsOPoRrJsyndromeJ
andJüoonanWlikeYmultipleJgiantJcellJlesionJsyndromeXJEuropeanYJournalYofYHumanYGeneticsVJ2004VJ[]VJ[ZdgWe]5.3 44

136 reepJSequencingJtheJmicroRüoJprofileJinJrhabdomyosarcomaJrevealsJdownWregulationJofJmiRWaefJ
familyJmembersXJBMCYCancerVJ2014VJ[bVJffZ 4.8 43

135 vumanJneuronalJcellJviabilityJdemonstratedJinJcultureJafterJcryopreservationXJBrainYResearchVJ1988VJ
beaVJ[dgWeb 3.7 43

134 mRüoJdistributionJinJadultJhumanJbrainJofJuRwü]pVJaJüWmethylWrWaspartateJRüMroSJreceptorJ
subunitXJNeuroscienceYLettersVJ1997VJ]agVJbgWca 3.3 41

133
qrizotinibWinducedJantitumourJactivityJinJhumanJalveolarJrhabdomyosarcomaJcellsJisJnotJsolelyJ
dependentJonJozyJandJMsTJinhibitionXJJournalYofYExperimentalYandYClinicalYCancerYResearchVJ2015VJ
abVJ[[]

12.8 38

132 tamilialJblepharospasmJisJinheritedJasJanJautosomalJdominantJtraitJandJrelatesJtoJaJnovelJ
unassignedJgeneXJMovementYDisordersVJ2003VJ[fVJ]ZeW[] 7 38

131 oJtransposonWlikeJelementJinJtheJdeletionWproneJregionJofJtheJdystrophinJgeneXJGenomicsVJ1992VJ[aVJcgbWdZZ4.3 37

130 RqTuSnJtripletJmutationJandJphenotypeJmanifestationsJinJmyotonicJdystrophyJpatientsXJBiochemicalY
MedicineYandYMetabolicYBiologyVJ1993VJcZVJfcWg] 37

129 zossJofJfunctionJofJtheJsaJubiquitinWproteinJligaseJUpsapJcausesJyaufmanJoculocerebrofacialJ
syndromeXJJournalYofYMedicalYGeneticsVJ2013VJcZVJbgaWg 5.8 33

128 TheJmyotonicJdystrophyJgeneXJArchivesYofYNeurologyVJ1993VJcZVJ[[eaWg 31

127 qlinicalJfeaturesJandJoutcomeJofJfamilialJchronicJlymphocyticJleukemiaXJHaematologicaVJ2006VJg[VJ[[[eW]Z6.6 31

126
MutationsJofJUtr[zJareJnotJresponsibleJforJtheJmajorityJofJcasesJofJriueorgeJ
SyndromeYvelocardiofacialJsyndromeJwithoutJdeletionsJwithinJchromosomeJ]]q[[XJAmericanY
JournalYofYHumanYGeneticsVJ1999VJdcVJ]beWg

11 30

125 qlinicalVJneuropsychologicalVJneurophysiologicVJandJgeneticJfeaturesJofJaJnewJwtalianJpedigreeJwithJ
familialJcorticalJmyoclonicJtremorJwithJepilepsyXJEpilepsiaVJ2009VJcZVJ[]fbWf 6.4 29

124 SevereJneuropathyJafterJdiphtheriaWtetanusWpertussisJvaccinationJinJaJchildJcarryingJaJnovelJ
frameWshiftJmutationJinJtheJsmallJheatWshockJproteinJ]eJgeneXJJournalYofYChildYNeurologyVJ2010VJ]cVJ[ZeWg2.5 29

123 vepatitisJuJvirusJinfectionJinJhemodialysisJpatientsXJKidneyYInternationalVJ1997VJc[VJabfWc] 9.9 29

122 üarrowingJtheJruaneJsyndromeJcriticalJregionJatJchromosomeJfq[aJdownJtoJbZJkbXJEuropeanY
JournalYofYHumanYGeneticsVJ2000VJfVJa[gW]b 5.3 29

121 uenomicJstructureVJpromoterJcharacterisationJandJmutationalJanalysisJofJtheJS[ZZoeJgenehJ
exclusionJofJaJcandidateJforJfamilialJpsoriasisJsusceptibilityXJHumanYGeneticsVJ1999VJ[ZbVJ[aZWb 6.3 29

120 RecessiveJwnactivatingJMutationsJinJTpqyVJsncodingJaJRabJuTPaseWoctivatingJProteinVJqauseJSevereJ
wnfantileJSyndromicJsncephalopathyXJAmericanYJournalYofYHumanYGeneticsVJ2016VJgfVJee]Wf[ 11 29
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119 sxpressionJstudyJofJsurvivalJmotorJneuronJgeneJinJhumanJfetalJtissuesXJBiochemicalYandYMolecularY
MedicineVJ1997VJd[VJ[Z]Wd 27

118 rüMTapJinJvitroJknockingWdownJisJableJtoJreverseJembryonalJrhabdomyosarcomaJcellJphenotypeJ
throughJinhibitionJofJproliferationJandJinductionJofJmyogenicJdifferentiationXJOncotargetVJ2016VJeVJegab]Wegacd3.3 27

117 oJpeptidaseJgeneJinJchromosomeJfqJisJdisruptedJbyJaJbalancedJtranslocationJinJaJduaneJsyndromeJ
patientXJInvestigativeYOphthalmologyYandYVisualYScienceVJ2002VJbaVJadZgW[] 27

116 ueneticJassociationJofJvzoWrQp[JandJvzoWrRp[JpolymorphismsJwithJalopeciaJareataJinJtheJwtalianJ
populationXJBritishYJournalYofYDermatologyVJ2011VJ[dcVJf]aWe 4 26

115 SingleJnucleotideJpolymorphismsJinJtheJpromoterJregionsJofJtoxpaJandJwqOSzuJgenesJareJ
associatedJwithJolopeciaJareataXJClinicalYandYExperimentalYMedicineVJ2014VJ[bVJg[We 4.9 25

114 tunctionalJanalysisJofJsplicingJmutationsJinJexonJeJofJüt[JgeneXJBMCYMedicalYGeneticsVJ2007VJfVJb 2.1 25

113 MolecularJanalysisJofJsarcomericJandJnonWsarcomericJgenesJinJpatientsJwithJhypertrophicJ
cardiomyopathyXJGeneVJ2016VJceeVJ]]eWac 3.8 24

112
PharmacologicalJtargetingJofJtheJephrinJreceptorJkinaseJsignallingJbyJuzPu[egZJinJvitroJandJinJvivoJ
revertsJoncophenotypeVJinducesJmyogenicJdifferentiationJandJradiosensitizesJembryonalJ
rhabdomyosarcomaJcellsXJJournalYofYHematologyYandYOncologyVJ2017VJ[ZVJ[d[

22.4 23

111 üovelJSMorbJmutationJcausingJMyhreJsyndromeXJAmericanYJournalYofYMedicalYGeneticsmYPartYAVJ
2014VJ[dboVJ[facWbZ 2.5 23

110 qlinicalJandJgeneticJstudyJofJtwoJpatientsJwithJZimmermannWzabandJsyndromeJandJliteratureJ
reviewXJEuropeanYJournalYofYMedicalYGeneticsVJ2013VJcdVJceZWd 2.6 23

109 üeurocognitiveJeffectsJofJmethylphenidateJonJorvrJchildrenJwithJdifferentJroTJgenotypeshJaJ
longitudinalJopenJlabelJtrialXJEuropeanYJournalYofYPaediatricYNeurologyVJ2013VJ[eVJbZeW[b 3.8 23

108
vumanJelongationJfactorJstW[JbetahJcloningJandJcharacterizationJofJtheJst[JbetaJcaJgeneJandJ
assignmentJofJstW[JbetaJisoformsJtoJchromosomesJ]VcV[cJandJXXJBiochemicalYandYBiophysicalY
ResearchYCommunicationsVJ1993VJ[geVJ[cbWd]

3.4 23

107 qRszr[JandJuoTobJgeneJanalysisJinJpatientsJwithJnonsyndromicJatrioventricularJcanalJdefectsXJ
AmericanYJournalYofYMedicalYGeneticsmYPartYAVJ2005VJ[agVJ]adWf 2.5 22

106 üovelJwtalianJfamilyJsupportsJclinicalJandJgeneticJheterogeneityJofJprimaryJadultWonsetJtorsionJ
dystoniaXJMovementYDisordersVJ2002VJ[eVJag]We 7 21

105 wnductionJofJadhesionJmoleculesJonJhumanJschwannJcellsJbyJproinflammatoryJcytokinesVJanJ
immunofluorescenceJstudyXJJournalYofYtheYNeurologicalYSciencesVJ1999VJ[eZVJ[]bWaZ 3.2 21

104 oJsketchJofJknownJandJnovelJMYqüWassociatedJmiRüoJnetworksJinJneuroblastomaXJOncologyY
ReportsVJ2017VJafVJaW]Z 3.5 20

103 StructureJandJexpressionJofJtheJhumanJubiquitinJfusionWdegradationJgeneJRUtr[zSXJBiochimicaYEtY
BiophysicaYActaYGeneYRegulatoryYMechanismsVJ1998VJ[agdVJ[cfWd] 20

102
qytotoxicJTWlymphocyteJantigenJbJRqTzobSJUbgouJandJqTdZJgeneJpolymorphismsJinJolopeciaJ
oreatahJaJcaseWcontrolJassociationJstudyJinJtheJwtalianJpopulationXJArchivesYofYDermatologicalY
ResearchVJ2013VJaZcVJddcWeZ

3.3 19

(2013-1997)
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101 QuantificationJofJsmallJnonWcodingJRüosJallowsJanJaccurateJcomparisonJofJmiRüoJexpressionJ
profilesXJJournalYofYBiomedicineYandYBiotechnologyVJ2009VJ]ZZgVJdcgZ]f 18

100 qytogeneticJmappingJofJaJnovelJlocusJforJtypeJwwJWaardenburgJsyndromeXJHumanYGeneticsVJ2002VJ
[[ZVJdbWe 6.3 17

99 wsolationJandJcharacterizationJofJaJnovelJtranscriptJembeddedJwithinJvwRoVJaJgeneJdeletedJinJ
riueorgeJsyndromeXJMolecularYGeneticsYandYMetabolismVJ1999VJdeVJ]]eWac 3.7 17

98 MutationalJanalysisJofJparkinJgeneJbyJdenaturingJhighWperformanceJliquidJchromatographyJ
RrvPzqSJinJessentialJtremorXJParkinsonismYandYRelatedYDisordersVJ2004VJ[ZVJaceWd] 3.6 16

97
PoRPJinhibitorsJaffectJgrowthVJsurvivalJandJradiationJsusceptibilityJofJhumanJalveolarJandJ
embryonalJrhabdomyosarcomaJcellJlinesXJJournalYofYCancerYResearchYandYClinicalYOncologyVJ2019VJ
[bcVJ[aeW[c]

4.9 16

96 MidtrimesterJisolatedJshortJfemurJandJperinatalJoutcomeshJoJsystematicJreviewJandJmetaWanalysisXJ
ActaYObstetriciaYEtYGynecologicaYScandinavicaVJ2019VJgfVJ[[W[e 3.8 15

95 üonsyndromicJpulmonaryJvalveJstenosisJandJtheJPTPü[[JgeneXJAmericanYJournalYofYMedicalY
GeneticsYPartYAVJ2003VJ[[doVJafgWgZ 14

94 uenomicJorganizationVJphysicalJmappingVJandJinvolvementJinJYqJmicrodeletionsJofJtheJVqY]JRpPYJ]SJ
geneXJGenomicsVJ2001VJe]VJ[caWe 4.3 14

93 SusceptibilityJtoJischaemicJheartJdiseasehJtocusingJonJgeneticJvariantsJforJoTPWsensitiveJpotassiumJ
channelJbeyondJtraditionalJriskJfactorsXJEuropeanYJournalYofYPreventiveYCardiologyVJ2020VJ]Zbebfea]Zg]defZ3.9 13

92 TheJuseJofJpiezosurgeryJinJcranialJsurgeryJinJchildrenXJJournalYofYCraniofacialYSurgeryVJ2015VJ]dVJfbZW] 1.2 13

91 TheJroleJofJPqW[JandJoqsJgenesJinJdiabeticJnephropathyJinJtypeJ[JdiabeticJpatientshJevidenceJforJaJ
polygenicJcontrolJofJkidneyJdiseaseJprogressionXJNephrologyYDialysisYTransplantationVJ2002VJ[eVJ[bZ]We 4.3 13

90 MotorJneuroneJmetabolismXJJournalYofYtheYNeurologicalYSciencesVJ1999VJ[dgVJ[d[Wg 3.2 13

89 MitochondrialJdisfunctionJasJaJcauseJofJozSXJArchivesYItaliennesYDeYBiologieVJ2011VJ[bgVJ[[aWg 1.1 13

88 RoleJofJfetalJMRwJinJtheJevaluationJofJisolatedJandJnonWisolatedJcorpusJcallosumJdysgenesishJresultsJ
ofJaJcrossWsectionalJstudyXJPrenatalYDiagnosisVJ2017VJaeVJ]bbW]c] 3.2 12

87 wmmunogeneticJinvestigationJinJvernalJkeratoconjunctivitisXJPediatricYAllergyYandYImmunologyVJ2014VJ
]cVJcZfW[Z 4.2 12

86 TripleJoJsyndromehJaJnovelJcompoundJheterozygousJmutationJinJtheJoooSJgeneJinJanJwtalianJpatientJ
withoutJadrenalJinsufficiencyXJJournalYofYtheYNeurologicalYSciencesVJ2010VJ]gZVJ[cZW] 3.2 12

85 qlinicalJlumpingJandJmolecularJsplittingJofJzsOPoRrJandJüt[Yüt[WüoonanJsyndromesXJAmericanY
JournalYofYMedicalYGeneticsmYPartYAVJ2007VJ[baoVJ[ZZgW[[ 2.5 12

84 qaseJreportJofJadultWonsetJollgroveJsyndromeXJNeurologicalYSciencesVJ2007VJ]fVJaa[Wc 3.5 12
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83 ZtPM]YtOu]JandJvsY]JgenesJanalysisJinJnonsyndromicJtricuspidJatresiaXJAmericanYJournalYofY
MedicalYGeneticsmYPartYAVJ2005VJ[aaoVJdfWeZ 2.5 12

82 PostzygoticJinstabilityJofJtheJmyotonicJdystrophyJp[ouq]JinJrepeatJsupportedJbyJlargerJexpansionsJ
inJmuscleJandJreducedJamplificationsJinJspermXJJournalYofYNeurologyVJ1995VJ]b]VJaegWfa 5.5 12

81 ossociationJofJtheJmatrixJmetalloproteinaseWaJRMMPWaSJpromoterJpolymorphismJwithJceliacJdiseaseJ
inJmaleJsubjectsXJHumanYImmunologyVJ2005VJddVJe[dW]Z 2.3 11

80
tamilialJaggregationJofJgeneticallyJheterogeneousJhypertrophicJcardiomyopathyhJaJboyJwithJ
zsOPoRrJsyndromeJdueJtoJPTPü[[JmutationJandJhisJnonsyndromicJfatherJlackingJPTPü[[J
mutationsXJBirthYDefectsYResearchYPartYA:YClinicalYandYMolecularYTeratologyVJ2004VJeZVJgcWf

11

79 retectionJofJbetaWnerveJgrowthJfactorJmRüoJinJtheJhumanJfetalJbrainXJBrainYResearchVJ1990VJc[fVJaaeWb[3.7 11

78 crüoJsequenceJofJhumanJbetaWüutXJNucleicYAcidsYResearchVJ1990VJ[fVJbZ]Z 20.1 11

77 PfeifferJsyndromehJliteratureJreviewJofJprenatalJsonographicJfindingsJandJgeneticJdiagnosisXJ
JournalYofYMaternalnFetalYandYNeonatalYMedicineVJ2017VJaZVJ]]]cW]]a[ 2 10

76 zsOPoRrJsyndromehJaJnewJpolyaneurysmJassociationJandJanJupdateJonJtheJmolecularJgeneticsJofJ
theJdiseaseXJJournalYofYVascularYSurgeryVJ2004VJagVJfgeWgZZ 3.5 10

75 zuw[JgeneJmutationJscreeningJinJsporadicJpartialJepilepsyJwithJauditoryJfeaturesXJJournalYofY
NeurologyVJ2005VJ]c]VJd]Wd 5.5 10

74 wmmunomagneticJisolationJofJhumanJdevelopingJmotorJneuronsXJNeuroReportVJ1998VJgVJ[[baWe 1.7 10

73 PrenatalJdiagnosisJofJproximalJfocalJfemoralJdeficiencyhJziteratureJreviewJofJprenatalJsonographicJ
findingsXJJournalYofYClinicalYUltrasoundVJ2016VJbbVJ]c]Wg 1 10

72 UnusualJassociationJofJSqü]oJepilepticJencephalopathyJwithJsevereJcorticalJdysplasiaJdetectedJbyJ
prenatalJMRwXJEuropeanYJournalYofYPaediatricYNeurologyVJ2017VJ][VJcfeWcgZ 3.8 9

71 refiningJtheJclinicalWgeneticJandJneuroradiologicalJfeaturesJinJSPucbhJdescriptionJofJeightJ
additionalJcasesJandJnineJnovelJrrvr]JvariantsXJJournalYofYNeurologyVJ2019VJ]ddVJ]dceW]ddb 5.5 9

70 qryopreservationJofJhumanJfetalJadrenalJmedullaryJcellsXJBrainYResearchVJ1988VJbcbVJafaWd 3.7 9

69 RapidJdetectionJofJcopyJnumberJvariationsJandJpointJmutationsJinJgenesJusingJaJsingleJworkflowJbyJ
ionJsemiconductorJsequencingJpipelineXJOncotargetVJ2018VJgVJaadbfWaadcc 3.3 9

68 psTJinhibitionJtherapyJcounteractsJcancerJcellJsurvivalVJclonogenicJpotentialJandJradioresistanceJ
mechanismsJinJrhabdomyosarcomaJcellsXJCancerYLettersVJ2020VJbegVJe[Wff 9.9 8

67 TwoJnovelJmutationsJaffectingJsplicingJinJtheJwRtdJgeneJassociatedJwithJvanJderJWoudeJsyndromeXJ
JournalYofYCraniofacialYSurgeryVJ2010VJ][VJ[dcbWd 1.2 8

66 vyperthrophicJcardiomyopathyJandJtheJPTPü[[JgeneXJAmericanYJournalYofYMedicalYGeneticsmYPartYAVJ
2005VJ[adVJgaWb 2.5 8

(2005-2005)
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65 MappingJofJtheJMYqz]JprocessedJgeneJtoJXq]]W]aJandJidentificationJofJanJadditionalJzJ
MYqWrelatedJsequenceJinJXq]eX]XJFEBSYLettersVJ1999VJbbdVJ]eaWe 3.8 8

64 ueneticJvariantsJinJadiposeJtriglycerideJlipaseJinfluenceJlipidJlevelsJinJfamilialJcombinedJ
hyperlipidemiaXJAtherosclerosisVJ2010VJ][aVJ]ZdW[[ 3.1 7

63
oJfamilyJwithJautosomalJdominantJmutilatingJneuropathyJnotJlinkedJtoJeitherJqharcotWMarieWToothJ
diseaseJtypeJ]pJRqMT]pSJorJhereditaryJsensoryJneuropathyJtypeJwJRvSüJwSJlociXJNeuromuscularY
DisordersVJ2002VJ[]VJ]fdWg[

2.9 7

62 qlinicalJandJfunctionalJcharacterizationJofJaJnovelJRoSopathyWcausingJSvOq]JmutationJassociatedJ
withJprenatalWonsetJhypertrophicJcardiomyopathyXJHumanYMutationVJ2019VJbZVJ[ZbdW[Zcd 4.7 6
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amyloidWbetaJpeptidesXJBrainYResearchVJ2007VJ[[eaVJ[Wc 3.7 2

31 vumanJfetalJbrainJbetaWnerveJgrowthJfactorJcrüohJmolecularJcloningJofJcQJandJaQJuntranslatedJ
regionsXJNeuroscienceYLettersVJ1991VJ[]eVJ[[eW]Z 3.3 2

30 PrimaryJculturesJofJhumanJcaudateJnucleusXJStereotacticYandYFunctionalYNeurosurgeryVJ1988VJc[VJ[ZW]Z 1.6 2

(1988-2020)

9



29 OTXZ[cJspiWrrugJsxertsJontitumorJsffectsJinJOvarianJqancerJqellsJbyJplockingJuüzaWMediatedJ
RadioresistanceJMechanismshJqellularVJMolecularJandJqomputationalJsvidenceXJCancersVJ2021VJ[aVJ 6.6 2

28 urtcJmutationJcaseJreportJandJaJsystematicJreviewJofJmolecularJandJclinicalJspectrumhJsxpandingJ
currentJknowledgeJonJgenotypeWphenotypeJcorrelationsXJBoneVJ2021VJ[bbVJ[[cfZa 4.7 2

27 UnusualJSegregationJofJoPPJMutationsJinJMonogenicJolzheimerJriseaseXJNeurodegenerativeY
DiseasesVJ2019VJ[gVJgdW[ZZ 2.3 1

26 qharacterizationJofJpurifiedJpopulationsJofJhumanJfetalJchromaffinJcellshJconsiderationsJforJ
graftingJinJparkinsonianJpatientsXJProgressYinYBrainYResearchVJ1988VJefVJcc[We 2.9 1

25 onJobservationalJstudyJtoJassessJwtalianJobstetricsJprovidersQJknowledgeJaboutJpreventiveJpracticesJ
andJdiagnosisJofJcongenitalJcytomegalovirusXJJournalYofYPerinatalYMedicineVJ2020VJbgVJdeWe] 2.7 1

24 UpdateJinJnonWinvasiveJprenatalJtestingXJMinervaYGinecologicaVJ2019VJe[VJbbWca 1.2 1

23
ObstetricalJandJperinatalJoutcomesJinJfetusesJwithJearlyJversusJlateJsonographicJdiagnosisJofJshortJ
femurJlengthhJoJsingleWcenterVJprospectiveVJcohortJstudyXJEuropeanYJournalYofYObstetricsmYGynecologyY
andYReproductiveYBiologyVJ2020VJ]cbVJ[eZW[eb

2.4 1

22
veterozygousJnonsenseJoRXJmutationJinJaJfamilyJhighlightsJtheJcomplexityJofJclinicalJandJ
molecularJdiagnosisJinJcaseJofJchromosomalJandJsingleJgeneJdisorderJcoWinheritanceXJMolecularY
GeneticsYfamp;YGenomicYMedicineVJ2020VJfVJe[aad

2.3 1

21 RoleJofJductusJvenosusJagenesisJinJrightJventricleJdevelopmentXJJournalYofYMaternalnFetalYandY
NeonatalYMedicineVJ2020VJ[Wb 2 1

20 olteredJsxpressionJofJqandidateJuenesJinJMayerWRokitanskyWyˆ…sterWvauserJSyndromeJMayJ
wnfluenceJVaginalJyeratinocytesJpiologyhJoJtocusJonJProteinJyinaseJXXJBiologyVJ2021VJ[ZVJ 4.9 1

19 sxternalJhydrocephalusJasJaJprenatalJfeatureJofJnoonanJsyndromeXJAnnalsYofYHumanYGeneticsVJ2021VJ
fcVJ]bgW]c] 2.2 1

18 tetalJtongueJpostureJassociatedJwithJmicrognathiahJonJultrasoundJmarkerJofJcleftJsecondaryJ
palatemXJJournalYofYClinicalYUltrasoundVJ2020VJbfVJbfWc[ 1 1

17 üeonatalJMarfanJSyndromeJbyJwnheritedJMutationXJIndianYJournalYofYPediatricsVJ2021VJffVJ[edW[ee 3 1

16
wncidentalJSOS[JvariantJidentifiedJbyJnonWinvasiveJprenatalJscreeninghJPrenatalJdiagnosisJandJfamilyJ
clinicalJreassessmentXJEuropeanYJournalYofYObstetricsmYGynecologyYandYReproductiveYBiologyVJ2021VJ
]cdVJc[fWc]Z

2.4 1

15 tetalJearlyJmotorJneuronJdisruptionJandJprenatalJmolecularJdiagnosisJinJaJsevereJpwqr]WopathyXJ
AmericanYJournalYofYMedicalYGeneticsmYPartYAVJ2021VJ[fcVJ[cZgW[c[b 2.5 1

14 MolecularJonalysisJofJPyUWossociatedJPovJMutationshJoJtastJandJSimpleJuenotypingJTestXJMethodsY
andYProtocolsVJ2018VJ[VJ 2.5 1

13 XWlinkedJdominantJRPuRJgeneJmutationJinJaJfamilialJqoatsJangiomatosisXJBMCYOphthalmologyVJ2021
VJ][VJae 2.3 1

12
MolecularJopproachesJinJtetalJMalformationsVJrynamicJonomaliesJandJSoftJMarkershJriagnosticJ
RatesJandJqhallengesWSystematicJReviewJofJtheJziteratureJandJMetaWonalysisXXJDiagnosticsVJ2022VJ
[]VJ

3.8 1

Antonio Pizzuti

10



11 wdentificationJofJaJnovelJRUüX]JgeneJmutationJandJearlyJdiagnosisJofJqqrJinJaJcleidocranialJ
dysplasiaJsuspectedJwranianJfamilyXJClinicalYCaseYReportsYhdiscontinuediVJ2020VJfVJ]aaaW]abZ 0.7 0

10 onJenormousJwtalianJpedigreeJofJMarfanJsyndromeJwithJaJnovelJmutationJinJtheJtpü[JgeneXJClinicalY
CaseYReportsYhdiscontinuediVJ2020VJfVJ[bbcW[bc[ 0.7 0

9 qhromosomalJMicroarrayJonalysisJinJtetusesJretectedJwithJwsolatedJqardiovascularJMalformationhJ
oJMulticenterJStudyVJSystematicJReviewJofJtheJziteratureJandJMetaWonalysisXJDiagnosticsVJ2022VJ[]VJ[a]f3.8 0

8 svidenceJofJinvolvementJofJaJnovelJVUSJvariantJinJtheJqvypJgeneJtoJcongenitalJmuscularJdystrophyJ
affectionXJMetaYGeneVJ2020VJ]bVJ[ZZdgf 0.7

7 ueneticJvariantsJofJmodulatorsJofJinsulinJactionXJInternationalYCongressYSeriesVJ2003VJ[]caVJbcWca

6 vighJconservationJofJtheJtrinucleotideJ[qTu]nJrepeatJatJtheJmyotonicJdystrophyJlocusJinJnonhumanJ
primatesXJHumanYEvolutionVJ1994VJgVJa[cWa][

5 MyoclonicJspilepsyhJqaseJReportJofJaJMildJPhenotypeJinJaJPediatricJPatientJsxpandingJqlinicalJ
SpectrumJofJPathogenicJVariantsXXJFrontiersYinYNeurologyVJ2021VJ[]VJfZdc[d 4.1

4 tromJüurembergJtoJbioethicshJanJeducationalJprojectJforJstudentsJofJdentistryJandJdentalJ
prosthesisXJAnnaliYDiYStomatologiaVJ2013VJbVJ[afWb[

3 onJupdateJonJtheJmetabolicJsyndromeQsJepigenomicJriskXJMinervaYEndocrinologyVJ2017VJb]VJaedWafb 2.5

2 tetalJdacryocystocelehJoJpitfallJinJtheJthirdWtrimesterJprenatalJdiagnosisJofJcleftJlipXJJournalYofY
ClinicalYUltrasoundVJ2021VJbgVJeeeWeef 1

1 qriticalJprenatalJdiagnosisJandJmanagementJofJincidentalJexonJbaWbbJdeletionJinJtheJdystrophinJ
geneXXJEuropeanYJournalYofYObstetricsmYGynecologyYandYReproductiveYBiologyVJ2022VJ 2.4

List of Publications

11


